Sp1 polymorphism in collagen I α1 gene is associated with osteoporosis in lumbar spine of Mexican women.
The Sp1 binding site polymorphism in collagen type I alpha 1 gene (COLIA1) has been associated with osteoporosis (OP) and bone mineral density (BMD). The aim of this study was to explore the association of this polymorphism with OP and BMD in the Mexican population by polymerase chain reaction and restriction fragment length polymorphism (PCR-RFLP) procedure. Allelic and genotypic frequencies from the Sp1 polymorphism were determined in 100 women with OP, 100 women without OP and 500 subjects from general Mexican population (GMP). Distribution of Sp1 polymorphism was in Hardy-Weinberg equilibrium. In spite of population structure due to racial mix in Mexican population, associations with OP were demonstrated. The frequency of "s" allele was significantly higher in women with OP (35%) than in women without OP (11%; P < 0.00001). Interestingly, "ss" genotype, was exclusive of women with OP and was associated with low BMD (0.588 ± 0.077 g/cm(2)) in contrast to "SS" genotype (0.733 ± 0.039 g/cm(2); P = 0.0001). This work confirms the association of Sp1 polymorphism with low BMD and OP in Mexican population and make sure to use Sp1 as a genetic marker for OP in our population.